A girl presented at 6 weeks of age with failure to thrive and arching of the back. She had various dysmorphic features, hepatosplenomegaly, and developmental delay. The electroencephalogram and cranial ultrasound were abnormal, and a computed tomogram showed lissencephaly and apparent agenesis of the corpus callosum. Because of frequent aspiration she became oxygen dependent. She later developed intractable convulsions and died at the age of 9 months. (fig 1) whose weight, length, and head circumference were below the 3rd centile for age. Her eyes were widely set and the palpebral fissures slanted downwards. Her ears were rotated posteriorly, the nasal bridge was low, the nose was
cluded seizures, bitemporal grooving of a high forehead, anteverted nares, cardiac defects, and undescended testes. The eponym Miller-Dieker syndrome was proposed by Jones et al. 3 Dobyns et al described three patients and reviewed five additional patients from the literature, all of whom had Miller-Dieker syndrome and an abnormality of 17p.4 They At postmortem examination there were signs of bronchopneumonia. The brain was small and agyric with a thin corpus callosum. The cortical ribbon was three times the normal thickness, the white matter was meagre, and within it were numerous nodular grey heterotopias surrounding the ventricles. Other features were small frontal and large occipital horns, dentate dysplasia and grey heterotopias in the cerebellum, and inferior olivary heterotopia in the medulla.
CYTOGENETIC STUDIES
Standard chromosome preparations were obtained from short term cultures of lymphocytes stimulated with phytohaemagglutinin in Iscove's medium. Higher banding resolution was achieved by incorporating ethidium bromide into the culture medium and exposing the slides briefly to trypsin before Giemsa staining in the usual way.
The chromosome count was 46 with a karyotype in which one of the chromosomes 17 was replaced by a ring structure (46, XX, (r) (17) ). The size of the ring and the relative position of bands q24-3 and p12 indicated that the break points were probably at pl3-1 and q25-3 prior to the fusion leading to the ring formation (fig 3) . There is thus a terminal deletion of both long and short arms, the short arm de- There are to our knowledge five previous reports of liveborn patients with non-mosaic ring chromosome 17.8 The 20 week fetus with r(17) described by Weinberg et al and the 4 year old girl with mental retardation and growth failure found to be a mosaic 46XX/46XX,r(17) by Petit and Koulischer are excluded from this discussion.'4 15 In addition, the report by Burdea et al (who described a father and son with apparent ring chromosome 17, the son being microcephalic and with mental retardation) will not be considered here as the identity of the chromosome was not confirmed by banding. '6 These five patients had enough clinical abnormalities in common for a 'ring 17 chromo-some' syndrome to be proposed by Carpenter 
